SUMMARY Four cases of congenital, hypotonic-sclerotic muscular dystrophy are presented. The patients showed clinically prominent features described by Ullrich, i.e. congenital muscle weakness, hypotonia, and hyperextensibility of distal joints, contractures of proximal joints, high-arched palate, hyperhidrosis, posterior protrusion of calcaneus, and no progression. Muscle Since his descriptions (Ullrich, 1930a, b) some case reports have appeared in the German literature (Stoeber, 1939; Gott and Josten, 1954; Schneider, 1957; Rotthauwe and Kowalewski, 1969) Fig. 1 . Hip, shoulder, and knee joints were contractured bilaterally and could not be extended, and hand, finger, and foot joints could be easily hyperextended. Fingers and toes were long and slender. The calcaneus was protruded posteriorly. The cranial nerves were intact. The palate was high and arched. All the tendon reflexes were decreased and no pathological reflexes were elicited. Sensation was intact. Perspiration was profuse, especially in the palms and soles. Muscular atrophy and weakness were diffuse but rather distally dominant. IQ was t26
In 1930 Otto Ullrich described 2 patients who had clinically prominent features, i.e. congenital muscle weakness, hypotonia, and hyperextensibility of distal joints, contractures of proximal joints, higharched palate, hyperhidrosis, posterior protrusion of calcaneus, and no progression. He suggested that his cases constituted a new entity not previously described and coined 'kongenitale, atonisch-sklerotische Muskeldystrophie' for this condition.
Since his descriptions (Ullrich, 1930a, b) some case reports have appeared in the German literature (Stoeber, 1939; Gott and Josten, 1954; Schneider, 1957; Rotthauwe and Kowalewski, 1969) A 13-year-old girl, whose parents were cousins was born at term as a floppy baby (2300 g) and began to crawl at the age of 4 years. The patient had torticollis and kyphoscoliosis since her birth. An operation was performed to correct the torticollis. She was unable to stand or walk, but at 5 she was able to walk on her knees. Her disease was not progressive and she could move by crawling. She was an intelligent and cooperative girl, IQ 110. She had torticollis and kyphoscoliosis, high-arched palate, distal hypotonia, hyperhidrosis, calcaneus protrusion, and hyporeflexia. Serum CK was normal. EMG revealed myogenic pattern. A biopsy was obtained from the right rectus femoris muscle, and showed histological changes which were much milder than those of the former patients. Rounded muscle fibres of uneven size were observed. Nuclei were centrally placed. In longitudinal sections dystrophic fibres were seen together with normal fibres with striations. Fig. 2 shows longitudinal section of degenerating muscle fibres. Normal muscle fibres were also seen along the dystrophic fibres.
Special investigations
Tuberculin test was performed by routine method. In case 1 the tuberculin test was said to be positive after BCG injection in childhood. But all the cases showed negative reaction. DNCB (2,4-dinitrochlorobenzene) skin test was also performed. 0-01 ml 1 % acetone solution of DNCB was applied to the inner surface of the right Furukawa and Toyokura (Thurrell and Josephson, 1966; Williams, 1968) and autosomal recessive form of torsion dystonia (Eldridge et al., 1970) .
As stated above, Ullrich's muscular dystrophy has been recorded only in the German literature and no reports concerning this disorder can be found in the 429 English literature. Though Ullrich's muscular dyEtrophy has clinically prominent features, these signs and symptoms are also observed in various other diseases, such as benign congenital myopathy, congential muscular dystrophy, or arthrogryposis multiplex congenita. This might be because no reports have been published and this disease has not been regarded as a distinct entity. However, this disorder showed not only various characteristic clinical features, but also a tendency to upper respiratory tract infections with insufficient cellular immunity. This is specific of this disorder and is not frequently observed in ordinary muscular dystrophy. Therefore, Ullrich's muscular dystrophy is considered a distinct entity ofmultisystemic involvement.
Although histological changes were similar to those seen in ordinary muscular dystrophy and the term 'congenital, atonic-sclerotic muscular dystrophy' was coined by Ullrich, serum enzymes did not increase and muscle weakness was not progressive. These are unusual in muscular dystrophy. This disease is considered a distinct entity, and clarification of underlying biochemical abnormalities awaits further investigations.
